SUMMARY A case of trisomy 9p syndrome is reported. The karyotype showed a tandem duplicatiQn of the short arm and of the inverted heterochromatic block of chromosome 9. Unequal sister chromatid exchange seems to be the only possible cause of this finding.
Case report
The proband was referred for chromosome analysis when she was two years old because of multiple congenital malformations and psychomotor retardation. The parents were unrelated. The father was 37 and the mother 32 at the time of her birth. They had a normal 10 year old son. Two years before the birth of the proband a pregnancy ended in spontaneous abortion during the first trimester. The proband was born at 42 weeks' gestation by Caesarean section performed because of breech presentation.
Physical examination at two years showed an unusual facies with frontal bossing, deep set eyes, hypertelorism, bulbous nose, short philtrum, down turned mouth, large protruding ears, and short fifth fingers with clinodactyly. X ray examination showed delayed bone maturation and hypoplastic middle phalanges of the fifth fingers. Dermatoglyphic features included zygodactylous digital triradii b and c, bilateral simian creases, t' axial triradii on the left hand and tt" on the right hand. The patient was unable to walk, but could sit with support. Her mental development was subnormal. A clinical diagnosis of trisomv 9P syndrome was made. The position of the centromeres was shown by comparative analysis using both C banding and the Goyanes technique. The centromeres and the paracentromeric heterochromatin are both darkly stained using the first method, while with the second, only the paracentromeric heterochromatin of chromosome 9 is darkly stained, as the centromeres do not band.
The father and brother of the proband had normal chromosome complements, while the maternal karyotype was 46,XX,inv(9)(pllql3) (figure). Therefore, a tandem duplication of maternal origin was proposed, the karyotype being: 46,XX,dup inv(9)(pllql3)mat, (pter-p12::q13--pll::p24--pl2::ql3----pll::q21-*qter) (figure).
Discussion
Trisomy 9p is responsible for a well known clinical syndrome that has been described in about 100 cases. Chromosome analysis of the proband from peripheral lymphocytes showed deletion of the long arm of chromosome 3 (fig 3) . Using high resolution G and Q banding, the deleted portion of chromosome 3 was found to be q12--q21:46,XX,del (3) (pter--q12::q21--+qter). The karyotypes of the parents were normal. The origin of the chromosome abnormality of the proband could not be established, because Q heteromorphism of chromosome 3 in the proband showed no difference in size or staining intensity.
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